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Case Report
The patient, a Caucasian male, was born to a 17-yearold primigravida mother and a 19-year-old father. The father had a son by a prior union. The remainder of the pedigree was unremarkable. Both parents had taken lysergic acid diethylamide (LSD) 2 years before the pregnancy. The infant was the product of an apparently normal 36-week gestation and vertex delivery. Birth weight was 1480 g, length 42 cm, and head circumference 29 cm. The anterior fontanelle was large; the sagittal suture was 1 cm in each diameter. There was a bony defect 1-6 x 2 cm in the parieto-occipital region through which the meninges were seen (Fig. 1) . The parietal bones overlapped the frontal and occipital bones. The face had an inverted triangular shape with a broad forehead and hypoplastic left eye (Fig. 2) . The right eye was normal. The nose was large and prominent, the mouth was small and the ears were low set. The neck showed redundant skin folds. There was a ventral hernia 1-5 cm above the umbilicus. Except for an undescended left testis, the genitalia were normal for a male infant. Both hands had a simian crease and an extra ulnar digit. The feet were rocker bottom in shape and showed a wide space between the 1st and 2nd toes. The remainder of the physical examination was normal. The infant was alert, cried vigorously, and showed no abnormal neurological findings. Shortly after admission he became cyanotic and was given antibiotics for suspected septicaemia. He developed tonic seizures and died at 10 hours of age.
In addition to the clinical findings, necropsy examination revealed a hypoplastic left optic nerve about half the size of the right optic nerve. The heart, which was normal in size, had a 2 mm defect between the left atrium and sinus venosus and a high ventricular septal defect. There was an extra left common carotid artery. Also present were hypoplastic thymus, malrotation of the intestines, a Meckel's diverticulum, and accessory spleens. There were only 10 ribs on each side. Microscopic examination revealed aspiration pneumonitis, focal pancreatitis, and thickening of the renal tubular membrane. The thymus showed lymphoid depletion, and the bone marrow revealed a marked granulocytic proliferation.
Chromosome Analysis Chromosome analysis (Fig. 3) was done from the patient's blood, skin, and fascia. All of the cells examined from the peripheral blood showed trisomy D (47,XY,D +). Chromosome analysis of skin and fascia showed another cell line with an extra chromosome in the C group; 48,XY,C + ,D + (Table I) . Family studies revealed a translocation, t(9p +; 14q -), involving the long arm of chromosome 14 and the short arm of chromosome 9 in the mother and an older sib of the propositus, both phenotypically normal. The case represents transmission, presumably by non-disjunction, of the structurally abnormal chromosome 14 (14q -) from the translocation carrier mother producing a child partially trisomic for 14 [47, XY, + ].
Family History
The pedigree is detailed in Fig. 1 . The propositus (III.3) was the product of the 3rd pregnancy of a
